Updating the N syndrome: occurrence of lymphoid malignancy and possible association with an increased rate of chromosome breakage.
Further studies on a family with the N syndrome, a multiple congenital anomaly/mental retardation syndrome first described by Hess et al in 1974, showed increased chromosome breakage in the affected brothers and in their unaffected mother, all 3 of whom died of lymphoid malignancy. It is suggested that the N syndrome is the result of an X-linked recessive mutation that produces a characteristic MCA/MR syndrome and chromosome instability. We postulate that this chromosome instability in the lymphoid cells of hemizygotes and in approximately half of the lymphoid cells of the heterozygote predisposes to a specific form of lymphoid malignancy.